Pseudoexons provide a mechanism for allele-specific expression of APC in familial adenomatous polyposis Figure S1 : SNuPE analysis to detect ASE of APC. The two APC alleles were distinguished based on a SNP from exon 12 (rs2229992) and their dosages assessed in blood-derived complementary DNA (cDNA) reverse transcribed from RNA, compared to genomic DNA (gDNA). Arrows denote the allele with reduced expression. The expression of allele G was decreased compared to allele A in individuals 85-1 and 85-2 from FAP85 (Supplementary Figure 1A) and that of allele A compared to allele G in AFAP163 (Supplementary Figure 1B) . The peak ratios of G to A in cDNA relative to gDNA were 0.68 (85-1), 0.53 (85-2), and 1.7 (163) indicating ASE or putative ASE in all three samples (see Materials and Methods). Figure S2B) . The figure provides a pile-up display of the same data that was given in a Sashimi plot format in Figure 2B . The borders of the 83-bp pseudoexon are indicated. AFAP163 shows 25 reads specific for the pseudoexon, 16 of which are associated with the splice acceptor and 9 associated with the splice donor. In the latter 9 reads, position 5:112158417, the site of the deep intronic mutation (Figure 5 ), constitutes the 3' end (circled). In all cases (9/9, 100 %), this position is occupied by the variant nucleotide (G). The result is in agreement with our cloning experiment for fragment ex11 -ex13 where all pseudoexon-containing cDNA clones (8/8, 100%) revealed G in this position. The asterisk denotes the single pseudoexonspecific transcript that was accompanied by a 54-bp insertion (see Figure 2B ; the 54-bp insertion is located beyond the area of display of Supplementary Figure S2) . No pseudoexon-specific RNA reads exist in a healthy control individual (Supplementary Figure S2B) . 
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